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Goltz Syndrome with Mild Intellectual Disability and
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Abstract Background: Goltz syndrome is a rare X-linked genetic syndrome of PORCN gene abnormality. It
occurs predominantly in females while showing lethality for males. Most of the cases reported in the literature are
bilateral with developmental defects in skin, skeletal, dentition, ocular and soft tissue. Case Presentation: Ms. X,
18-year old unmarried short statured female presented with symptoms of mild intellectual disability and excoriation,
ocular colobomas, skin lesions, malocclusion of dentition, syndactyly, facial asymmetry and low set ears.
Conclusion: This case is reported due to its rarity and highlights the importance of the psychiatric evaluation in
detecting mild intellectual disability along with excoriation (skin-picking) in a characteristic Goltz syndrome.
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1. Introduction

2. The Case

The first case report of focal dermal hypoplasia
syndrome (FDHS) was reported by Jessner, 1921 [1].
Lieberman in 1935 described it as “atrophoderma linearis
maculosa et papillomatosis congenitalis” [2]. It is a rare
X-linked disorder of dominant gene with variable
expressivity and abnormality of PORCN gene, a regulator
of Wnt signalling [3]. Most of the cases are related to
females (less than 300) and lethal for males as described
by Goltz in 1962 [4]. However, Fernandez, 1975 reviewed
the literature which included 55 cases, of which five i.e.,
10% [5] and12% (15/125) of Hall’s cases were males [6].
This syndrome is characterized by dysplasia of
mesodermal and ectodermal structures with resultant
defects in the skin, bone, eyes and soft tissues. Gorlin et
al., 1990 reported mild mental retardation [7]. However,
neurological abnormalities are invariably described in
literature as meningomyelocoele, hydrocephalus, ArnoldChiari malformation and absent corpus callosum [8].
Ophthalmic manifestations of FDHS occur in 40% of the
cases as ocular-colobomas, strabismus, microphthalmus,
hypertelorism, ectropion, ptosis, conjuctival papilloma,
corneal clouding, aniridia, anophthamia etc., [9,10,11]. To
the best of our knowledge, no similar case of Goltz
syndrome with mild intellectual disability and excoriation
(skin-picking) has been reported in the available literature.

Ms. X, 18-year-old unmarried female, born out of nonconsanguineous
marriage
and
having
delayed
developmental milestones presented to the Department of
Psychiatry, Government Medical College and Rajindra
Hospital, Patiala with persistent, repetitive attempts to
stop the symptoms of excoriation (skin-picking) that
resulted in skin lesions on the bilateral upper/ lower limbs
for the last seven years. These symptoms were gradual in
onset and worsened after her menarche, which was at the
age of 11 years. She gets relief from these symptoms only
when blood oozes out of her skin. These activities were
extended on the skin of close relatives in spite of their
resistance and the time spent was 3 to 4 hours daily. There
was no past history of any substance or drug abuse (e.g.
cocaine etc.) which could have precipitated her symptoms.
The aggravation and remission of her symptoms had no
relation with time, place, person and meal. She denied
hearing any voices, tactile hallucinations as in psychotic
disorder or delusion, stereotypies, body dysmorphic
disorder and intention to harm oneself in non suicidal selfinjury. She was second in birth order and her elder brother
was normal. On general physical examination, she was
found to be thin built, short stature with triangular facies
and right facial asymmetry and hypoplasia. (Figure 1) She
had low set ears with deformed pinna but normal hearing.
(Figure 2).
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Figure 1. Right side facial asymmetry, hypoplasia with hypopigmented
changes on forehead

Figure 2. Low set ears with deformed pinna of both ears

Dental check-up showed maloccluded, hypoplastic
irregular dentition. There was a notched right ala nasi.
(Figure 3) On ophthalmological examination, best
corrected visual acuity of both eyes was counting fingers
close to face with convex lenses of +18 Dioptres and +20
Dioptre oculus dexter and oculus sinister respectively.
Concomitant squint along with nystagmus was seen.
Intraocular pressures of both eyes were 17 and 19 mm Hg.
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Figure 5. Microcornea, inferonasal iris coloboma with minimal cataract
oculus sinister

Both eyes showed microphthalmos with microcornea of
size of 9.5 mm vertically and 9 mm horizontally.
Inferonasal iris colobomas were seen in both eyes along
with minimal cataract in left eye. (Figure 4, Figure 5)
Posterior segment evaluation revealed choroidal and disc
colobomas with macular involvement in both eyes.
Magnetic
resonance
imaging
(MRI)
scan,
Electroencephalogram (EEG), ultrasonogarphy (USG) and
echocardiography (ECG) were normal.
However, patient refused skin biopsy. A-Scan revealed
axial length of 18 and 17.79 mm for right and left eye
respectively. Cutaneous examination revealed multiplelinear atrophied hypo and hyperpigmented macules along
the lines of Blaschko. She had patchy alopecia and sparse
hair on eyebrows along with kyphosis and limb
deformities in the form of polysyndactyly of both feet
with nail dystrophy of left foot and syndactyly of index
and middle fingers of right hand and nail dystrophy of
middle finger of left hand. There were hypopigmentary
changes on skin of both hands. (Figure 6, Figure 7) On
mental status examination, her speech was normal, mood
and affect showed anxiety.

Figure 6. Polysyndactyly of both feet with nail dystrophy of left foot
Figure 3. Irregular maloccluded dentition, notched right ala nasi with
large nodule in front of neck

Figure 4. Microcornea with inferonasal iris coloboma oculus dexter

Figure 7. Syndactyly of right hand with nail dystrophy of middle finger
of left hand
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Thought process was persistent, repetitive and
circumstantial. Thought content was of obsessioncompulsive and related disorders e.g., “Excoriation (skinpicking) disorder.” Her judgement was impaired; insight
to illness was of grade-3 and Intelligence quotient (IQ) 63
with disability of 47%. Assessment of Disability in
Persons of Mental Retardation scale (ADPMR) [12]
showed score of 9 with moderate degree global disability
in the range of 40-70%. The multiple axis classification of
DSM-5/ICD-10 [13,14] showed diagnosis of Goltz
syndrome (Q82.8) with mild Intellectual disability [317
(F70)] and Excoriation (skin- picking) disorder [698.4
(L98.1)]. Yale Brown Obsessive Compulsive Scale
(YBOCS) [15] showed scores of 24 indicating severe
illness and after 8 weeks score of 7. Clinical Global
Impression [16] – Severity (CGI-S) scores were 6 and 2,
respectively. She was treated with sertraline 50 mg per
day and gradually titrated in the increment of 50 mg per
week to the target level of 200 mg per day in divided
doses. After 8 weeks, YBOCS and Clinical Global
Impression – improvement (CGI-I) scores were 7 and 2
respectively; indicating much improvement after
therapeutic intervention with minimal side effects and
subsequent follow-up with other multiple disciplines for
reconstructive surgeries/ management.

syndrome was made on the clinical grounds of facial
asymmetry, dental, skeletal and ocular abnormalities as
there was no facility for genetic screening.

3. Discussion

[1]

4. Conclusion
The management of Goltz syndrome requires
multidisciplinary approach. Psychological and intellectual
issues should be addressed by the psychiatrists for their
management and rehabilitation. This case is a rarity as it
presents with mild intellectual disability and excoriation
(skin-picking).

Acknowledgement
Nil.

Conflict of Interest
None Declared.

References
[2]

Goltz syndrome (FDHS) is characterised by dysplasia
of mesoectodermal structures having a locus at Xp11.23.
[8]. Skin manifestations follow developmental lines
known as Blaschko lines. It begins with inflammatory
phase followed by desquamation, blistering and crusting.
Hair may be brittle and sparse and nails poorly developed.
[11,18] It should not be confused with Gorlin-Goltz
syndrome which is entirely a different entity, a nevoid
basal cell carcinoma [19]. In this case, skin of the patient
showed lesions of hypo/hyper-pigmentation and
telangiectasia that followed Blaschko lines.
There are many ocular abnormalities in Goltz syndrome
e.g., anophthalmia, aniridia, strabismus, nystagmus,
subluxation of lens, colobomas of the iris, choroids, retina
and optic nerve etc., [10]. However, in the present case,
there was exotropia, nystagmus, microphthalmos, microcornea,
inferonasal iris, choroidal and disc colobomas with
macular involvement of both eyes.
Dental abnormalities include rognathism, agenesis of
the teeth, under development of the mandible, malocclusion,
enamel defects with caries etc., [16]. In our case, there
was maloccluded and hypoplastic irregular dentition.
Skeletal abnormalities e.g., short stature, kyphosis,
scoliosis, spina-bifida occulta, pointed chin, asymmetry of
the face, claw hands, syndactyly, clinodactly, polydactyl
etc. are reported in literature [18]. Furthermore, this
patient was of short stature, facial asymmetry, syndactyly,
kyphosis and low set ears with deformed pinna.
A few case reports describe mental deficiency and
seizures [8] without delineating whether it is congenital or
acquired, their degree of severity and co-morbid
psychiatric, neurological and/or medical illness. This case
had mild intellectual disability with IQ of 63 and
percentage disability of 47% and excoriation in Goltz
syndrome. In the present case, the diagnosis of Goltz

[3]
[4]
[5]
[6]
[7]
[8]

[9]
[10]

[11]
[12]

[13]
[14]
[15]
[16]

Jessner, M, Breslauer dermatologische vereingung, Arch Derm
Syp, 133.48. 1921.
Leibermann, S, Atrophoderma linearis maculosa et papillomatosis
congenitalis, Acta Derm Vener, 16. 476. 1935.
Grzeschik, K.,H, Bornholdt, D., Oefner, F. et al., Deficiency of
PORCN, a regulator of Wnt signalling, is associated with focal
dermal hypoplasia, Nature Genet, 39.833-835. 2007.
Goltz, R., W, Peterson, W., C, Gorlin, R., J, Ravitis, H.G, Focal
dermal hypoplasia, Arch Derm, 86. 708-717. 962.
Fernandez, D, Polidisplasia con hypoplasia dermica focal,
Enfermedad de Lieberman-Cole, Dermatologia, 15. 7. 1971.
Hall, E., H, Terezhalmy, G.T, Focal dermal hypoplasia syndrome,
J Am Acad Derm, 9. 443-451. 1983.
Gorlin, R.,J, Cohen, M.,M, Levin, S, Syndromes of the Head and
Neck, 3rd ed, New York: Oxford University Press, 1990. pp. 472475.
Irvine, A.,D, Mellerio, J.E, Genetics and genodermatology, In:
Burns T, Breathnach S, Cox N,Griffiths C, editors, Rook’s
Textbook of Dermatology,8th ed, Oxford: Wiley Blackwell, 2010.
pp. 15.1-15.97.
Warburg, M, Focal dermal hypoplasia ocular and general
manifestations with a survey of literature, Acta Ophtalmol, 48.
526-536. 1970.
Wesley, R.,K, Baker, J.,D, Golnick, A.L, Rieger’s syndrome
(oligodontia and primary mesodermal dysgenesis of the iris)
clinical features and report of an isolated case, J Pediatr
Ophthalmol Strabismus, 15. 67-70. 1978.
Tenkir, A. and Teshome, S, Goltz syndrome (focal dermal
hypoplasia) with unilateral ocular, cutaneous and skeletal features:
case report, BMC Opthalmology, 10. 28-30. 2010.
Nizamie, A., Sinha, B.,N.,P, Singh, V.,K, Sinha, S., Jahan, M.,
Nizamie, S.H, Assessment of persons suffering from mental
retardation-The ADPMR scale Part1, Indian J Psychiatry, 2. 41-49.
2005a.
American Psychological Association, Diagnostic and Statistical
manual of mental disorders, 5th edition, DSM-5 Washington DC,
2013.
World Health Organization: The ICD-10 classification of mental
and behavioural disorders: clinical descriptions and diagnostic
Guidelines, Geneva, 1992.
Goodman, WK., Price, L., H, Rasmussen, S.A. et al., The YaleBrown Obsessive compulsive scale, I, Development, use, and
reliability, Arch Gen Psychiatry, 46.1006-1011. 1989.
Guy, W, Clinical Global Impressions Scale (CGI), In Handbook of
Psychiatric Measures, Edited by: Rush AJ, Washington DC:
American Psychiatric Association, 2000, 100-102.

American Journal of Medical Sciences and Medicine
[17] Steven, D., Ureles, D., M.,D, Howard, L., M.,S, Needleman, D.,
M.D, Focal dermal hypoplasia (Goltz syndrome): the first dental
case report, Pediatric Dentistry, 8. 239-244. 1996.
[18] Sudha, R., Veeraraghvan, M., Frederick, M. et al., Goltz syndrome
(Focal dermal hypoplasia), Indian J Dermatol, 50(2). 104-106.
2005.

51

[19] Gorlin, R. J, Nevoid basal cell carcinoma syndrome, Medicine, 66.
96-113. 1987.

